ABSTRACT. Adenine phosphoribosyltransferase deficiency is an inherited condition presenting from infancy to late adulthood. The common features are recurrent kidney and urinary tract stones and obstructive symptoms. The stones are characteristically radiolucent. 2, 8-Dihydroxyadenine (2, 8-DHA) formation is blocked by xanthine oxidase blocker allopurinol. Here, we report the case of an eight-month-old baby girl who presented with obstructive acute kidney injury secondary to calculi which was treated with surgical removal of stone. The analysis of the calculi revealed 2, 8-DHA crystals.
seen involving the renal pelvis and lower calyx of the right kidney with resultant bilateral hydronephrosis. The largest right-sided calculus measured 9.0 mm. On biochemical investigations, her serum creatinine was 5.8 mg/dL and serum bicarbonate was 8.7 mEq/L. Her urine culture showed growth of Escherichia coli. A diagnosis of acute kidney injury secondary to urosepsis with the underlying bilateral obstructive uropathy was made, and she was treated with intravenous antibiotics along with hydration. A left double J (DJ) stenting and right percutaneous nephrostomy were performed to relieve the obstruction. Her creatinine declined to 0.18 mg/dL over 15 days, with serum bicarbonate being 21.5 mg/ dL and good urine output with resolution of fever. Later, a left ureteroscopy and on the right, a miniperc ureteroscopy and bilateral DJ stenting were done. Her stone was sent for analysis. One month later, she again presented with asymptomatic recurrent left lower ureteric calculus close to vesico-ureteric junction with no hydroureteronephrosis. She underwent left extracorporeal shock wave lithotripsy with removal of both DJ stents. This time, her renal function remained normal (serum creatinine 0.19 mg/dL) with no evidence of urinary tract infection.
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Her stone analysis report revealed stone composition to be of ammonium urate and 2,8-dihydroxyadenine (2, 8-DHA) crystals ( Figure  1 ). Her metabolic panel workup for stone showed serum calcium levels of 10.4 mg/dL, serum uric acid of 2.8 mg/dL, and serum phosphorus of 5.7 mg/dL.
Her fresh urine sample was collected and sent for analysis to look for crystals. On polarized light, typical Maltese cross-shaped crystals were noticed (Figures 2 and 3) .
She was treated with 10 mg/kg/day PO divided doses of allopurinol. In the absence of serum adenine level estimation, we planned to titrate the dose clinically. Features and severity vary greatly affected individuals even among family members. Nearly 15%-20% of people with APRT deficiency present no symptoms. The reported frequency was 1:27,000 people in Japan, and rarer in Europe (1:50,000-100,000 people). Inheritance is autosomal recessive typically involving chromosome 16q24 and has presently 24 functional known mutations. 2 APRT deficiency is an inherited condition presenting from infancy to late adulthood. The common features are recurrent kidney and urinary tract stones and obstructive symptoms. In infancy, it presents as a tiny ravel of reddish brown material in baby diapers. Renal functions affected by early to late adulthood. Sixty to seventy-five percent of patients are affected in adulthood by this condition, while the median age is 37 years. The presenting symptoms are stones, urinary tract infections, hematuria, abdominal pains, and nausea and vomiting. 3 1. There are two types of deficiencies in enzyme: APRT 1 deficiency: It is characterized by absent enzyme levels, usually found in Caucasian populations, with 0.4%-1.1% distribution in the general population 3 2. APRT 2 deficiency: It is characterized by decreased levels of enzyme by 10%-25%, usually found in Japanese population, with 5%-1.2% distribution in the general population 3 The identification of DHA in stone or urine is pathognomonic of APRT deficiency. Tests available for the diagnosis of APRT deficiency are stone analysis, urine microscopy, renal biopsy, APRT activity, and molecular genetic testing. The stones are characteristically radiolucent and therefore, have to be differentiated from uric acid stones which are also radiolucent and have identical chemical reactivity. They have rough and humpy surface and a reddish-brown color that turns gray when drying. The stone is friable, and sections show porosities and were of beige to brown color.
Infrared spectrophotometry (IRS) provides characterization of the composition of crystals and confirms the diagnosis. Measurement of enzyme activity in red blood cell lysates is a useful tool for the diagnosis of APRT deficiency. Under polarized light microscope, 2, 8-DHA crystals in urine appear with a central Maltese cross-shaped appea-rance. 4 2, 8-DHA formation is blocked by xanthine oxidase blocker allopurinol. Adenine is then predominantly excreted in urine and is soluble in urine. The dose of adenine is 300 mg/day in adults and 10 mg/kg/day in children in the absence of renal failure. Increased fluid intake is advisable.
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